A jejunal biopsy specimen and skeletal survey were normal. Ultrasound scan and computed tomography of the pancreas revealed only a small amount of normal tissue located in the head and tail.
A 3 year old boy presented with a history of steatorrhoea since birth, frequent episodes of rectal prolapse, and generalised pruritis. There were no dysmorphic features. Height and weight were just below the 97th and on the 75th centile respectively. Positive findings were excoriation marks, slight abdominal distension, and a reducible rectal prolapse. Stools were cream coloured and loose. Faecal fat was raised at 12-3 g/day. Sweat electrolytes were normal, as were repeated full blood counts, including differential white cells counts. Neurophil function tests and a comprehensive immunological screen were normal. Serum amylase and immunoreactive trypsin were low. The tocopherol:cholesterol ratio was low, while fasting liver enzymes and total serum bile acid concentrations (TSBA) were high ( We thank Professor J Rhodes and Dr R Lewis for permission to report the findings of case 2 and Mr Y Qureshi for measurement of total serum bile acid concentrations.
